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[loHMMaHne 3BonwUUN 4Yepes
NCTOPUI N HAYKY

3BonwUNA — MOCTENneHHoe W3MEeHeHWe OpPraHu3MoB C
TeyeHneMm BpeMeHu. [apBuH 3anoxun 6a3oBble

ApuHUUNbL oTbopa, MeHOoenb OTKPbIN ol m;ﬁ”ﬁﬁg
HacnencTBeHHble 3aKOoHbl. Mbl M3y4dyaem 3Tu bt
GaKTopbl, 4YTO6bl 06BLACHUTbL MHOroobpasne XWU3HU U S e
aganTtauuio. iy



HacnegctBeHHasd M3MEeHYMBOCTb KaK KJKWY K pa3Hoo6pa3uio

MyTauun: ¢yHpamMeHTanbHble
N3MEeHEeHNa B reHax

MyTauun co3pawT HOBble reHeTudyeckue
BapuaHTbl, MHOrpga BAWAA Ha MNPU3HaKW.
HanpuMep, Yy XYKOB pas3nnynma B OKpacke
CBA3aHbl C TOYEYHbIMW MyTaLUWUAMU, KOTOpbIe
MEHANT MUIrMEHTAaLUI KOXW.

Ponb pekoMbuHauunm B ¢opMmpoBaHuun
HOBbIX COYeTaHui

[lp MONOBOM pPa3MHOXEHUWN PeEKOMbUHAUUS
CMelWnBaeT reHbl poamTenen, cospaBad
YHUKaNbHble KOMbUHAUUWM. 3TO BEOET K
pa3Ho06pa3ni YCTONYMBOCTU K 6OME3HAM
pacTeHun.

lonoBoN pa3MHOKEHWE KaK WMCTOYHUK
Bapunauniu

TonoBoe pasMHOXeHMe crnocobcTByeT
nepeMeWnBaHNil reHoB U MOSABMEHWIO
pa3HOPOAHbIX ocobell, 4YTO yBenuymsaeT
WaHChl MOMYNAUUN HA BbKMBaHUE B
MEHAWWNXCA YCNOBUAX.



Tunbl HacneacTBEHHON N3MEHYNBOCTW

MyTaunoHHass M3MEHYUBOCTb CBfi3aHa C KoMbuHaTMBHAA W3MEH4YNBOCTb BO3HWKaeET MNpu
N3MeHeHuaMn B CcTpyKType [OHK, TakuMm Kak NO/IOBOM PaA3MHOXEHUN 4Yepe3 npouecchl
TOo4YeYyHble MyTauunm, BCTaBKWU nnu peneuunnu, KpoCCUMHroBepa, He3aBUCUMOro pacnpepneneHus
co3gaBad HoOBble anfiefnibHble (GOpMbl. XPOMOCOM W CNy4YallHOro OnNnoAO0TBOPEHUS.

XpoMOCOMHAA M3MEHYMBOCTb BKJ/IWYAET W3MEHEHWA 4Yucna uun
CTPYKTYpPbl XPOMOCOM, HanpuMep cuHopoMm [ayHa y nwgen unu
NnoNUNAOUANA Yy pacTeHuli, BNuAwWas Ha HacneayeMocTb.



CpaBHuUTeNnbHasa

Tabnnua TUNOB W3MEHYMBOCTIA

Tn U3MEeH4YNBOCTMU NcTo4YHNK NMpumep

MyTaunoHHas MyTauun CepnoBuaHo-KNeTo4YHass aHeMus
KombnHaTuBHas KpoccuHroBsep PacuwenneHne npu3HaKoB Yy ropoxa
XpomocoMHad Abeppauynn CnHopom [layHa

[[eHeTuUYecKue unccnepgoBaHmda no HacneacTBeHHocTu, 2023

B Tabnuue npencTaBfieHbl pa3findyHbie Tumnbl
HacneagcTBEHHOW W3MEHYMBOCTW C MPUMEPOM
Kaxgoro, pgeMoHCTpupywuwme BKJlag B
reHeTu4yecKoe pas3Hoobpasue.

Kaxgbih Tun W3MEHYUBOCTW BHOCUT
YHUKaNbHbIN BKNAA B FeHEeTUYeckKoe
pa3Hoobpa3ne, Heobxogummoe Ond
9BOJIOLUMNOHHOIO pPa3BUTUSA.



Bknag pa3HblX UCTOYHUKOB B FeHEeTUWYeCKYyHw WU3MEeHYUBOCTb
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Bknag NCTOYHUKOB M3MEHUYMBOCTU B %

PekombuHayms

nyonnkauna 2022

Mwurpaunn

PekoMbnHaunsg npu MosioBOM pPa3MHOXeHWUU
OOMUHNPYeT, obecne4ynBad Haumbonbliee
reHeTN4YeCcKOe pa3Hoob6pa3ne B nonynauusax.

[eHeTUYecKne NU3MEeHeHUsa co3JanTCcH
MyTauUaMN, YCWUIMBAWTCHA PeKoMbuUHauuen u
nogfepxuBanwTCca MUrpaumamm, cnocobcTBYyS
3BOIOLNN .



MyTaumm KaK OCHOBHOW MNOCTaBWWK HOBU3HbI

MyTauum nNpuBOAAT K MOSABJIEHWID HOBbLIX anfienei, pacunpasd reHeTuYyeckui penepTyap
nonynauuii 1 obecneynBasa maTepuan ona ortbopa.

bonblWMHCTBO MYTauMﬂ HEﬂTpaﬂbHH N BpepgHbl, HO pegKwne MnoJjie3Hble MyTaunu
ynyydquwawnT agantTaunn K N3MEHANWWUMMCA YCJIOBUAM.

[lonrocpo4yHoe HakonjieHue MYTauMﬁ JIEXNT B OCHOBE 3BOJINUMOHHOIMO MpPOrpecca m
cnocobCcTBYeT MNOABMEHUK HOBbLIX BUOOB.



Ponb Murpauuin B yBenWYeHUN
N3MEHYNBOCTMW
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® Murpauum cnocobCTBYWT O6MEHY annenen Mexay
pa3HbIMX nonyndaunamu, yBenn4dmnaas
FeHeTUYecKoe pa3Hoobpa3sne N yMeHbllas PUCK
NHBPUAWHTAa.

® [lpuMepoM CRNYyXUT MUrpauua NTWUL, MNepeHocsawWwmx
HOBble FeHeTu4YecKue BapuaHTbl Mexpy
CEBEPHbIMA N WXHbBIMKW FpynnaMu, 4YTO ycunumBaeT
ajanTaluVoHHbIA NoTeHunan.




BHYTpuBMNOoOBble N MeXBUAOBbIE MCTOYHUKIA

YEREELE

BHYyTpuBngoBas M3MEHYMBOCTb MNPOABNAETCSH B
MOP®ONOrNYECKUX N OU3NONOrNYECKUX pas3Inydunax,
CNyXaWnx OCHOBOW AJIA eCTEeCTBEHHOro oTbopa BHYTpWU
nonynauun.

ipyMepbl FTMBPUAHLIX PAcCTEHUW BKAKWYAKWT copTa MNWeHWLUb,
NONYYeHHble NYTEM CKPeWwuWBaHWS pa3HbiX BUAOB O
MOBbILEHNA YPOXAWHOCTM M YCTONYMBOCTH.

mbpunansaunma Mexay BuaaMmu CO3[0AET HOBble KOMGBMHaUUK
FeHoB, 4YTO crnocobcTBYyeT BO3HWKHOBEHWI HOBbLIX GOPM U
BWAOB, O0CO6EHHO B KYNbType pacTeHun.

KoMbuHauua BHYTPUBWUOOBON W MEXBUAOBOW W3MEHYMBOCTMU
ONTUMU3UPYET FeHeTUYeCcKUin noTeHuman nonynauuin gong
aganTauum u 3BONLNN.



N3ondund: CywWHOCTb N 3HavyeHWe B 3BOJIOLUNW

N30n9unua orpaHuymBaeT CKpPewnBaHWe Mexay pas3HbIMY Bugonsonauua npuBoAUT K HaAKOMMEHWUK YHUKaNbHbIX
rpynnaMu, CHWXasa O06MeH reHeTUYecKWMuW maTepuanaMmu u reHeTUYeCKUX N MOpPQGONOrMYEeCcKUx 4epT, npuBoasd K
CNnocobCcTBYA AUBEPreHuunn. hOpMMPOBAHNI HOBbIX BUOOB.

JTOT nNpouecc — BaxXHeWNwWuWin aTan 3BOAKLUK,
3aBeplanwnnca nosaBIeHNeM BOCMPOU3BOACTBEHHO
N30/IMPOBAHHbLIX MONYAALUNA .
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Buabl nsondunun: reorpaonyeckKkad
aKoNormnyeckas

Feorpadnyeckass M3onauns BO3HWKAET MPW pas3geneHun nonynaunin GuanyecKuMn bapbepamum, TaKuMu
KaK ropbl, PEKW WIN OKeaHbl, KOTOpble MPENATCTBYWT CBO6GOAHOMY MepeMeweHnwn ocobein mexay
rpynnamu.

JKkonornyeckaa msonauua oopMupyeTcsd, Korga nonynsauuy paccenswTcs B pa3Hble 3KOMormyeckue
HAWK WU cpegpl 06MTaHUA, 4YTO OrpaHuyYMBaeT WX BO3MOXHOCTb B3aWMOOENCTBOBATb W CKpeuwwBaTbCH

Apyr c Apyrom.

06e ¢opMbl M30NALUKM NPUBOOAAT K OrpaHUYEHWw reHeTU4YeckKoro obMeHa Mexgy nonynauusamu,
co3faBasf YCNoBUA O HAKOMNEHWSA YHUKaNbHbIX HacneACTBEHHbIX W3MEHEeHWN B Kaxnou rpynne.

B pesynbTaTe pa3BuTUa reorpadmyeckoil M 3KOMOTMYECKON W30NAuUUM MOBbllAeTCSH

reHeTuyeckasa pguepepeHumnauns, 4YTo cnocobcTByeT nocTeneHHoOMY GOPMUPOBAHUNI HOBLIX BUOOB.
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[l[pouecc ¢éopMmnpoBaHNA HOBOIro BuUAa 4Yepe3 MN3ONALNID

[locnepoBaTenbHbie 3Tanbl BUAOO6Gpa3oBaHWS, OCHOBaHHbie Ha u3ondauunm N HaKonJaeHuu pa3nmqmﬁ

BBepneHune
. HakonneHune [NocTeneHHoe
PasgeneHue reorpaduyeckou .
. MyTaunm u pacxoXgeHue no
McxogHou > Unu > >
. reHeTUYeCcKunx HacnegcTBEHHbIM
nonynaumu 3KoNnornyeckou .
pas3nnynmn npu3Hakam
n3onsiumnm

dopmmpoBaHme

HOBOro BMAa U

reHEeTUYEeCKNN
b6apbep

12



buonorn4yeckne npuMepsl N3o0A4LUNN

Yp6aHnsaunoHHble 6apbepbl N YepHble Opo3abl B
EBpone

B ropopax EBponbl ypbaHu3sauus co3paeT
pu3nyeckne bapbepbl, pasgengwuume nonyndauumn
YEPHbIX OPO300B. 3TO NPUBOAUT K WU3OMAALUN W
NMOCTENEHHOMY FeHEeTUYEeCKOMY PacxXoXgeHuw Mmexay
OTAENbHbBIMW FOPOACKMMU Fpynnamu.

ApanTuBHasa paguauna rananarocCKux BbHPKOB

Ha [ananarocckmx ocTpoBax W3 OOHOW MONYNALUK
BbIOPKOB Pa3BUINCbL pa3Hble BUAbI, o0bnapawumne
YHUKanbHbIMKU GopMamMn KnwBa. 3ITOT MNpoOLecc
NWNNCTPUPYET PONb U3O0NAUUN N eCTEeCTBEHHOro
oTbopa B ¢opMuUpOBaAHUN BUOOBOro pasHoobpasud.




[ eHeTNYeckKue nocnencTeBngd N30NALUNN

N3onaumna orpaHM4yMBaeT MOTOK FEHOB, 4TO B pe3synbTate GOpPMUPYHTCH FeHeTU4yecKue u
CNoco6CTBYET HAKOMMEHW YHWKaNbHbIX MyTauuin B PENPOOYKTUBHbIE 6apbepbl, KOTOpble MPEenATCTBYHT
Kaxnooi W3onMpoBaHHOW nonynauun, dGopmupysa eé CKpewnBaHno Mexay MOTOMKaMW pa3HbiX
reHeTUYecKylw 0CO6EHHOCTb. N30/IMPOBAHHbIX TFPYyMM.

lpn ONUTENbHOM OTCYTCTBUW FEHETUYECKOro ob6bMeHa
BO3MOXHO BO3HWKHOBEHWE MOSIHOW PEenpoOAyKTWUBHOWN
HECOBMECTMMOCTW, YTO 3aKpennseT cTaTyC HOBbIX BUOOB.
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[InHaMnuka annenenm Npu n3onduUn nonynsaunin

I3meHeHne YacToTbl aneneii B N30/1MpoBaHHbIX Nonynsaumax
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Bpema TO Bpema T1 Bpema T2 Bpema T3 Bpema T4

0630p COBPEMEHHbLIX MCCNEeAoBaHWW MO MNONYNAUUMOHHOW reHeTuke, 2023

[[paduK OEMOHCTPUPYET NOCTEeneHHoe
pacxoxgeHue annenenm B ABYX
N30NMPOBAHHLIX Fpynnax Cc TeYeHUeMm
BPEMEHW, OTpaxad HapawmBaHue
FEHEeTUYECKON Pa3HULDI.

PocT pa3nnymnm B 4acToTe anneneu
CBUOETEeNbCTBYET O HaAKOMIEeHUu
reHeTnyeckon gunpdepeHumnaumm M Hadane
BMOoob6pa3oBaHUd nog BO3OENCTBUEM
n3onaunn.
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MexaHu3Mbl pPenpoayKTUBHOW W3ONALUN

Jkonormnyeckas M3onaAuua NposBASeTcH 4yepe3 o6bUTaHuMe
Nonynaunim B pasfiMYHbIX cpepax, 4YTo MpegoTBpaWaeT KX
BCTPEYY W pPa3MHOXEHMEe Mexay coboi.

Mopdonoruyeckasa M3ondauusa BO3HWKaeT N3-3a
HECOBMECTUMbIX CTPOEHWA PEenpoayKTUBHbIX OpPraHoBs,
3aTPYOHALWMX WX NpefoTBpalavwmMX ycnewHoe
onfofoTBOpPeHue.

dTonorm4yeckas M3oNAuUMa cBfA3aHa C OTANYUAMMU B
6payHOM MOBEOEeHUWN, Hanpumep, YHUKaNbHbIMKU MECHAMU
NTWUL, CTUMYNuUpywwWUMM nopgbop MAapTHEPOB BHYTPW CBOEMN
FPYMNMb.

[eHeTn4yeckas u3ondauua MNposBNgeTC B HECOBMECTUMOCTHU
raMmeT unum rnébpuaoB, YTO MPUBOAUT K CHUWKEHUIO
XNW3HEeCnoco6HOCTN WNW NAOAOBUTOCTU MOTOMCTBA MEXAY
pasHbIMW rpynnamMn.
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ApanTtaund U ecTecTBEHHbIN OT6OpP B YyCNnoBUAX
N30n9Lnn

I3onnpoBaHHbIE MONYNAUUN MOABEPrawTCA WHTEHCUBHOMY €CTEeCTBEHHOMY 0T60py, 4TO
cnocobcTBYeT 6bICTPON PUKcaLMM aganTUBHbIX MPU3HAKOB, MNOBbLIWAKWUX BbXWBAEMOCTb.

JHOEMNYHbIE BUObl OCTPOBOB [OEMOHCTPUPYWT YHUKaNbHble MOpdonoruyeckune u
noBegeH4YecKkne ocobeHHOCTWU, CPOpMUPOBABLIMECHA B YCNOBUAX ANUTENbHOW W3ONALUN.

N3onauna ycunmBaeT AOWBEPreHuntw, CrnocobCTBYHA MOSABNIEHUI HOBbIX GOPM XU3HU W
pacunpaa buonornyeckoe pasHoobpa3ue MniaHeThl.
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[eHeTnvyecknn apend B
N30NNPOBAHHLIX MOMNYNALUNAX

[eHeTU4YecKuin ppend — 3TO cry4danHble
KonebaHna 4yacToT annenen, 0COb6eHHOo
3aMeTHble B ManbiX nonynauuax. Hanpumep,
nepenpoMbicen KanudopHUUCKUX MOPCKWUX CJIOHOB
CHU3WN reHeTuU4yecKoe pa3Hoobpasue.

[Opend MOXeT npuMBecTU K OuUKcauunu
HEWTpanbHbLIX WKW paxe BpefHblX MyTauun,
3HAYNTENbHO BNNAA HA FEHETUYECKYH
CTPYKTYPY W30NUPOBAHHbLIX rpynmn.

18



3HayeHne ¢GaKToOpoB MNoCTaBUMKOB MaTepuana

OJ1s1 3BONOLNN

[[eHeTu4yecKkad N3MEHYMBOCTb co3paeT 6a3y AN
aganTauum u oTbopa B MOCTOAHHO MEHSAWIWUXCHA YCNOBUSAX

cpepdbl, obecnedymBaa nNoTeHUMan 3BONOLUMOHHbBIX N3MEHEHUMN .

CoBMECTHOE pOeucTBME MYyTauuid, PEeKoMbuHauumn u
N30MAUNN OBBACHSAET MNpouecchl BO3SHUKHOBEHUSA U
noagepXaHna pas3Hoobpa3nsa Xm3HuM Ha 3emne.

N3onauna cnocobcTBYET HAKOMMEHWUW YHWUKalbHbIX
FeHeTUYECKNX MPU3HAKOB, KOTOPble MOryT MPUBECTU K
obpa30BaHN HOBbLIX BUOOB W YyBeJSiM4eHuUe 6uosiorn4eckoro
pa3Hoobpa3ngd.
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WTorn: Knw4yeBasd ponb
N3MEeHYNBOCTN N N3ONALNN B

IBOJINUNN

HacnegcTBeHHas W3MEHYMBOCTb U W3ONAULUA BMecTe
GOPMUPYHT OCHOBY OS99 BO3HWKHOBEHWA HOBbLIX BUOOB WU
agantaunun, urpasa LeHTpasbHYW posib B PasBUTUN "
COXPaHeHUn 6Knonorm4yeckKkoro MHoroo6pasus.




